SUMMARY A 23-year-old man initially presented with the Sylvian aqueduct syndrome and subseqently developed cutaneous neurofibromata. The case is reported and the possibility that these represent manifestations of the same genetic abnormality is discussed.
Ophthalmic manifestations of neurofibromatosis are well recognised, and indeed involvement of the eye and its adnexa with neurofibromata has been reported in every structure except the lens and vitreous.' However, these are usually seen in the anterior visual system2 and reflect the regional hypertrophy of the neural and connective tissue elements that occurs in this condition.3 Abnormalities of the central nervous system are less commonly found in neurofibromatosis, and apart from the well recognised association with optic nerve and chiasmal glioma* these rarely present to the ophthalmologist. The purpose of this paper is to report a case with the classical neuro-ophthalmic presentation of the Sylvian aqueduct syndrome in which subcutaneous neurofibromata have subsequently developed.
The Sylvian aqueduct syndrome is most commonly due to a pineal tumour, although occasionally encephalitis, vascular occlusion, or a midbrain glioma may produce similar symptoms.5 However, the precise diagnosis is usually presumptive, based on the presence of associated clinical signs and a successful trial of radiotherapy, since surgical exploration is still hazardous in this area. In the case under review the original presentation was thought typical of a pineal tumour. However, the subsequent development of characteristic cutaneous stigmata suggests that the initial midbrain syndrome was an unusual manifestation of neurofibromatosis. So far as we are aware this association has not previously been reported. Investigation by pneumoencephalography revealed symmetrical hydrocephalus ( Fig. 1) with obstruction of the Sylvian aqueduct (Fig. 2) . A Torkildsen shunt was performed and the midbrain region treated with 5000 rads in divided doses. His symptoms of raised intracranial pressure were rapidly relieved, but the oculomotor and pupillary disturbance have persisted.
He had no further problems until 1976, when he presented to the Skin Department with small painless lumps on his abdomen; these had appeared over the previous year. A biopsy of one of them showed the typical features of neurofibromata (Fig. 3) . Since then these lesions have remained unchanged.
Discussion
The Sylvian aqueduct syndrome is a classical constellation of neuro-ophthalmological signs which 272 with tumours of the central nervous system 4 showed no cutaneous disease, while the remaining 6 had only limited skin pigmentation and a few subcutaneous nodules.'8 The paucity of cutaneous stigmata in the case under review is therefore entirely compatible with an underlying diagnosis of neurofibromatosis.
However, despite the extensively described involvement of the central nervous system in neurofibromatosis we have been unable to find a previous example presenting with the neuro-ophthalmic signs of the Sylvian aqueduct syndrome. The only clinically similar case in the literature presented the pathology of Sylvian aqueduct stenosis in an 11-year-old girl with cutaneous pigmentation, a convergent squint, poorly reacting pupils, and bilateral sixth nerve weakness. Clinical photographs in this report appear to show a skew deviation, but no further neuro-ophthalmological information is available. The obstructed aqueduct was found to have polypoid ependymal granulations beneath the posterior colliculus.'9 One other case report has documented isolated stenosis of the Sylvian aqueduct in neurofibromatosis but without the characteristic eye movement disorder of the Sylvian aqueduct syndrome.20
Without a definite biopsy the exact relationship between the midbrain pathology and peripheral neurofibromata in this case must remain conjectural. However, it seems likely that they are manifestations of the same genetic abnormality. It has recently been suggested that all the protean manifestations of von Recklinghausen's 
